A severely retarded 18-year-old boy with tertiary partial trisomy 14 sUMMARY An 18-year-old severely mentally and physically retarded boy was found to have an unbalanced chromosome complement 47,XY, +14q-. He had the characteristic facial dysmorphia, abnormal hands, and other features described previously in cases of partial trisomy 14, but appears to be the oldest case reported. His mother is a reciprocal translocation carrier, and lack of other carriers in the family is noteworthy.
Subjects with partial trisomy 14 have similar phenotypic abnormalities associated with markedly delayed motor and mental development.1-3 In the majority, a balanced translocation was present in the mothers. This report outlines another case of partial trisomy 14, in an 18-year-old boy, where the mother was a balanced translocation carrier.
Case reports Case report
The proband was the third child born to healthy unrelated parents when the mother was 39 and the father 38 years of age. His sibs were aged 9 and 7 5 years at this time and there had been one spontaneous first trimester abortion. He was born at term after a normal delivery, birthweight 2 33 kg. There were respiratory and feeding difficulties with failure to thrive as an infant. Feeding problems have remained to the present time. All milestones were delayed and he is now severely retarded. Fits began at 17 months of age and he has been on continuous anticonvulsant medication since that time.
When seen here at 18 years of age, his height was 114 5 cm, weight 22 kg (on the 50th centile for a 5 to 7 year-old), head circumference 49 cm (on the 50th centile for a 2-year-old) ( The chromosome complement seen in this patient arose at maternal oogenesis by 3:1 disjunction at the first meiotic division, the segregation resulting in the normal chromosomes 3 and 14 and the 14q-fragment moving to the same pole at anaphase I. At fertilisation, the father's normal chromosomes 3 and 14 made his complement 47,XY, + 14q-. The error leading to this chromosome complement could not have arisen in any other way. However, we do not know if the translocation arose in the mother de novo, or was inherited from her father (who was dead). It would seem likely that the translocation arose de novo in the mother as none of her sibs carried it, which would be unusual if the father was a carrier. Other families reported in which an unbalanced proband had arisen by 3:1 disjunction from a carrier mother showed many carriers in the sibships of both the proband and the carrier mother. For example, Simpson and Zellweger2 found five carriers and only one normal sib of the mother of their proband, whose sib was also a carrier, and in their case the translocation was also onto chromosome 3. In our family, the abnormality will have 'died out' after one generation.
In their very extensive study of unbalanced offspring derived from 3:1 meiotic disjunction in reciprocal translocation carriers, Lindenbaum and Bobrow" showed that there were certain characteristic features in these cases. There was no evidence of infertility among the carriers, there was a high incidence of spontaneous abortions (38% overall), which was higher in these 3:1 cases than in the offspring of reciprocal translocation carriers in general, there was no advanced maternal age effect, and frequent involvement of the acrocentric chromosomes was noted. The family described here shows all these features, except that a maternal age effect was evident. 
